2,3
We present the case of a boy aged 7 years with radiological features compatible with BDC referred for evaluation of short stature (z-score, −1.8). His father had unilateral post-axial polydactyly, which was also present bilaterally in a paternal uncle. Radiographic examination of the left hand and wrist revealed a bone age that was 2 years younger ଝ Please cite this article as: Travieso-Suárez L, Pereda A, PozoRomán J, Pérez de Nanclares G, Argente J. Braquidactilia tipo C debida a mutación de parada en el gen GDF5. An Pediatr (Barc). 2017. https://doi.org/10.1016/j.anpedi.2017.03.001 than chronological age and anomalies that prompted performance of a skeletal survey. The survey detected anomalies in the hands (Fig. 1A) and subtle abnormalities in the feet (mild epiphyseal dysplasia in the proximal phalanges of some toes). The radiological evaluation of a sister aged 6 years revealed lesions in the hand similar to those of the proband, although less pronounced (Fig. 1B) . A radiograph of the father's hand (Fig. 1C) only revealed a bone remnant of the post-axial hexadactyly that had been surgically corrected in childhood.
Sequencing of the GDF5 gene in the proband revealed a heterozygous point substitution in exon 2 (c.1462A>T) resulting in a premature stop codon (p.Lys488*, nonsense mutation) and a truncated protein 14 amino acids shorter than the wild protein ( Fig. 2A) . This mutation was also found in the father and sister of the patient, but not in the healthy mother (Fig. 2B ). Fig. 2C shows the family's pedigree. This is a novel variant that is probably pathogenic and with an autosomal dominant pattern of inheritance.
Growth differentiation factor 5 (GDF5) is closely associated with bone morphogenetic proteins and belongs to the transforming growth factor ␤ superfamily, with is involved in embryonic skeletal and joint development. 4 The GDF5 gene is a mutational hotspot for disorders associated with skeletal malformations. 5 Most homozygous or compound heterozygous mutations are associated with severe diseases: Grebe type chondrodysplasia (OMIM 200700), Hunter---Thomson type acromesomelic dysplasia (OMIM 201250) or Du Pan syndrome (OMIM 228900). On the other hand, heterozygous mutations associated to milder skeletal dysplasias: proximal symphalangism 1 B (OMIM 615298) and multiple synostosis syndrome type 2 (OMIM 610017), both associated with missense mutations with gain of function, and brachydactyly type A1 and A2, also associated to missense mutations, but with loss of function. 5 Brachydactyly type C is associated with heterozygous mutations with loss of function, although 3 cases with recessive inheritance have also been reported. 6 Most mutations associated with BDC are frameshift mutations in the prodomain part of the gene, while most mutations in the mature domain are missense mutations, with a highly variable phenotypic expression. 4 The family that we present here has a nonsense mutation in the region that codes for the active domain of the protein, resulting in the elimination of its last 14 amino acids. This is the second nonsense mutation affecting the active mature domain described in the literature. 3 The first one is 
